MARKED VARIABILITY IN SEVERITY OF LEFT VENTRICULAR DYSFUNCTION IN DUCHENNE AND BECKER MUSCULAR DYSTROPHY IS UNRELATED TO GENOTYPE  by Ashwath, Mahi Lakshmi et al.
E1156
JACC April 5, 2011
Volume 57, Issue 14
  QUALITY OF CARE AND OUTCOMES ASSESSMENT 
MARKED VARIABILITY IN SEVERITY OF LEFT VENTRICULAR DYSFUNCTION IN DUCHENNE AND BECKER 
MUSCULAR DYSTROPHY IS UNRELATED TO GENOTYPE
ACC Oral Contributions
Ernest N. Morial Convention Center, Room 238
Tuesday, April 05, 2011, 10:45 a.m.-11:00 a.m.
Session Title: Genetics and Cardiovascular Outcomes
Abstract Category: 48. Genetics and Clinical Outcomes
Presentation Number: 924-3
Authors: Mahi Lakshmi Ashwath, Irwin Jacobs, Carol Crowe, Dennis Super, Ravi Ashwath, Robert Bahler, Metrohealth Medical Center/ Case Western 
Reserve University, Cleveland, OH
Background–Left ventricular dysfunction (LVD) causes death in Duchenne muscular dystrophy (DMD) and Becker muscular dystrophy (BMD). 
Whether alterations of specific exons in the dystrophin gene are predictive of the severity of LVD, as reflected by the age of onset and the degree of 
LVD is unknown.
Methods--We studied 90 patients from our clinic (76 DMD, 14 BMD). LV function was annually assessed by shortening fraction (SF). Forty four 
(49%) patients had echocardiographic evidence of LVD. A severity scale of LVD was devised that placed patients into four groups. Group 1 was 
indicative of no or minimal LVD during the 2nd and 3rd decades and Group 4 was indicative of severe LVD at an early age.
Results– SF did not correlate with age. 
The patient group having exon involvement starting between exon 1 - 20 was compared to those with exon 41 - 55; there was no significant 
difference in severity of LVD (P = 0.36). Analysis based on number of exons involved (less than 5 vs greater than / equal to 5) also found no 
significant difference in severity of LVD (P = 0.86). Analysis of patients with the exact same exon mutation (some patients were siblings and cousins, 
others unrelated) revealed different cardiac courses. 12 mutations were present in more than 1 patient. Eight had concordant cardiac function and 
4 had discordant cardiac courses.
Conclusions– Our study in DMD/BMD patients showed a marked variability in the severity of LVD and a lack of correlation between the specific 
genetic mutations and either age of onset or severity of LVD.
